MRI of the brain in childhood-onset mitochondrial disorders with central nervous system involvement.
We retrospectively studied the brain MRIs of 66 pediatric patients with mitochondrial disorder with central nervous system involvement. Forty-one patients had an identified genetic etiology. A predominance of cerebrocortical lesions was mainly seen in patients with MELAS and Alpers syndrome. Basal ganglia were predominantly affected in patients with Leigh syndrome. All patients with leukoencephalopathy had pathological spectroscopy. Cerebrocortical atrophy with agenesis/atrophy of the corpus callosum was seen in patients with congenital lactic acidosis with or without pyruvate dehydrogenase complex deficiency. The diagnostic approach used in our study--from the neuroanatomical/neurofunctional lesion to disease identification--assists the physician in the use of brain neuroimaging early in the diagnostic work-up of suspected mitochondrial disorders.